Gastrointestinal abnormalities in the syndrome of mosaic trisomy 9
The proband, an 18 month old child, was delivered by caesarian section after an uneventful 38 week gestation, birth weight 2400 g. She was the fourth daughter of healthy, non-consanguineous parents aged 43 and 40 years at the time of birth. The family history was unremarkable.
From the age of six months, the child has been examined repeatedly for clinical and radiological findings of upper and lower respiratory tract infections. At the age of 18 months she was admitted to our department because of massive right lower lobe pneumonia. Physical examination showed a child with severe failure to thrive and moderate psychomotor retardation whose weight was 7500 g (below the 3rd centile), height 71 cm (below the 3rd centile), and head circumference 45 cm (25th centile). The There are two major anomalies in the present case which we believe to be previously unreported: severe velopharyngeal insufficiency and gastro-oesophageal reflux leading to recurrent pulmonary infections. We do not know, at this point, if the gastrointestinal anomalies are part of the syndrome or merely coincided with the trisomy FIGURE G banded karyotype of a cell with mosaic trisomy 9.
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